[image: C:\Users\nidhi-a\Desktop\copy-EuroSciCon-logo.jpg]

[bookmark: _GoBack]Abstract Template
Abstract Title: Pallister-Killian Mosaic Syndrome in an Omani Newborn: A Case Report and Literature Review 

First A. Author, Afaf Elsheikh

1 First Author Affiliation (National Genetic Center, Royal Hospital, Sultanate of Oman)


Abstract (not more than 300 words)

Pallister-Killian mosaic syndrome (PKS) is a rare sporadic condition with multiple congenital anomalies and intellectual deficits caused by mosaic tissue-limited tetrasomy of the short arm of chromosome 12 (12p). The clinical features are highly variable, ranging from mild to severe. Diagnosis is usually missed because of the low level of mosaicism in peripheral lymphocytes. We present the case of an Omani newborn with the PKS with severe clinical presentation and multisystem involvement that lead to postnatal death. Karyotype and fluorescent in situ hybridization studies confirmed the presence of chromosome 12p duplication. This is the first case of PKS reported in the literature in Oman and the Arab world. 
[image: page2image1793760]
Figure 2: Karyotype image of tetrasomy 12p, obtained from peripheral lymphocytes showing the extra 12p isochromosome, indicated by the red arrow. 
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Figure 3: (a) Fluorescent in situ hybridization (FISH) technique applied in a normal pattern of chromosomes obtained from peripheral lymphocytes of a blood sample from a normal/healthy child. The dual color translocation probes [TEL/AML1] were used to show two green signals (TEL) at chromosome 12p and two orange signals (AML1) at chromosome 21p22 as contrast. (b) FISH technique applied to a pattern of chromosomes obtained from peripheral lymphocytes of a blood sample from our patient with Pallister-Killian syndrome. There were four green signals and two orange signals indicating the presence
of 4-arms of chromosome 12p [green] and two signals for chromosome 21p22 [orange]. FISH technique confirmed the presence of iso(12p) and described in the karyotype as 47, XX,+i(12)(p10)[4]/46,XX[18]. 
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